SUMMARY Two female cousins were found to be affected with severe retinal dystrophy characterised by visual impairment from birth and profound photophobia in the absence of night blindness. Minimal fundus changes with a small foveal atrophy in the older cousin and slight macular pigment epithelial changes suggestive of early bull's eye appearance in the younger were detected, indicative of a cone-rod type of congenital amaurosis. This was associated with trichomegaly, bushy eyebrows with synophyrys, and excessive facial and body hair (including hypertrophied circumareolar hair on the breasts of the older cousin). The mode of inheritance appears to be autosomal recessive.
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Congenital blindness from a retinal dystrophy was first reported by Leber' in 1869 when he described a 'pigmentary retinopathy with congenital amaurosis'.
He also recognised the familial nature of the condition and the role of consanguinity.2 Leber This female, aged 18 years when first examined, is the second of seven children of a maternal first cousin marriage. The paternal grandparents were paternal first cousins. Pregnancy was uneventful and the birth was normal and at term in hospital, birth weight 3250 g. The patient's mother was born with a left segmented supernumerary kidney, and in the last five years she developed Raynaud's phenomenon, anaemia, and valvular heart disease with mild cardiac ischaemia.
In this sibship, the first child (V.46) died at the age of eight months from dehydration, and the eighth (V.53) is blonde with blue irides, unusual colouring in this family, who was found to be normal on examination. In addition, one sister (V.50) was said to be 'hairy' but had no visual problem. The rest of the sibs are normal. are also maternal first cousins and who live abroad Both patients are otherwise healthy and menwith the remainder of the sibs. A history from the struation started in both at the age of 13. In early aunt indicated a normal'pregnancy and birth weight childhood, systemic examinations and investigations and no other cases of blindness in the rest of the including EEG were normal and the prenatal history sibs.
was negative. School performance was above average The anterior segments showed no abnormality. 
Fundus
The retinae showed faint pigment epithelial changes and in case 1 there was a small round area of foveal atrophy affecting the maculae and vascular tortuosity (fig 4a) . Macular changes became more evident at a second examination 16 months later. In case 2 the maculae showed slight pigment epithelial disturbances suggestive of an early bull's eye lesion which was more pronounced in the left eye. The peripheral retinae and optic nerves appeared normal (figs 4b, 5).
OTHER FINDINGS
The faces of both cousins were covered by hypertrophic lanugo with prominent moustaches (figs 1 and 3) and the older girl shaved her face frequently. Their eyebrows were bushy with synophrys and their hair was coarse. The eyelashes were long, dense, and crowded, arranged in two or three rows, and required regular trimming. Scalp hair was coarse and dense in case 1 but finer and lighter in colour in case 2. Body hair was moderately dense all over the trunk and limbs and, in case 1, there was marked circumareolar hypertrichosis on both breasts (fig 6) . The distribution of pubic hair was normal. There was no auditory impairment or any other systemic oi dental anomaly. noted that photophobia was an insignificant feature in a series of approximately 120 patients with Leber's amaurosis and early onset retinitis pigmentosa; when photophobia was present, it was mild, of later onset, and only reported by patients on questioning. This was in contrast to the marked and striking photophobia which was a presenting feature and bitterly complained of by patients with cone and cone-rod dystrophies. 16 This reflects the diversity of involvement of the various components of photoreceptors in this heterogeneous group of conditions. In the two cousins reported here, the marked visual loss, sluggish pupillary reactions, unrecordable ERG, and the scarcity of ophthalmological changes given the duration of the disease points to a mixed retinal dystrophy resembling Leber's amaurosis with severe functional impairment. However, the presence of profound photophobia, macular changes similar to those previously reported in cone-rod disorders,17 and the absence of night blindness suggest the predominance of cone involvement. This appears to be relatively more severe in the younger cousin as shown by the marginally worse visual performance and the totally unrecordable ERG.
The history, clinical features, and investigations distinguish this condition from the other causes of congenital blindness: cortical blindness, optic atrophy, and rod monochromatism (achromatopsia). The latter is stationary with a visual acuity better than 3/60, normal fundi, and scotopic ERG.
The association of trichomegaly and ocular abnormalities has seldom been reported; only seven cases have been described, five with retinal dystrophyS12 and two with juvenile cataract and spherocytosis. 8 Oliver and MacFarlane8 in 1965 were the first to describe a case of trichomegaly with pigmentary degeneration of the retina, mental and physical retardation, and mild hypothyroidism. These five sporadic cases differ from the two cousins described in this paper in several aspects (table) .
The consanguinity and the inheritance pattern in the family reported here suggest an autosomal recessive mode of transmission.
In conclusion, these two cases represent a combination of a severe mixed receptor dystrophy with predominance of functional impairment of the photopic system associated with generalised hypertrichosis. It is suggested that the photophobia is significant and indicates a subgroup of 'cone-rod Leber's' in contrast to those with the marked night blindness and insignificant photophobia of 'rod-cone Leber 
